Diagnosis of Variant
The existence of every extra chromosome in KS worsens the clinical manifestation. An average to tall stature, ocular hypertelorism, flat nasal bridge, epicanthic folds, low set ears, prognathism, kyfosis, scoliosis, radioulnar synostosis and clinodactily are common findings of 48,XXXY variant of KS 1, 3 . Prevalence of this disorder is approximately 1：50,000 1, 3 . The rarity of reports may be due to a phenotype identical to the 47,XXY phenotype 3 . Thus, in the literature, the data for 48,XXXY variants is limited, especially regarding the age of diagnosis and congenital malformations 5 .
Clinicians should pay more attention to this easily overlooked syndrome in order to diagnose more boys with KS at an earlier age. The finding of sparse facial and axillary hair, even though could be familial, is a typical symptom of hypogonadism. Among the most frequent causes of male hypogonadism, KS should come to mind in the presence of eunuchoid body proportions, cognitive or dysmorphic facial features. Unfortunately, our case was left undiagnosed till he visited our clinic with the complaint of sparse facial hair at the age of 21. When his dysmorphic features came to notice during the dermatologic examination, a chromosome analysis was performed and the patient was properly diagnosed as variant KS.
In conclusion, KS and its variants can be recognized by even very indefinite findings such as sparse facial hair when combined with a careful detailed physical examination. Thus, we would like to emphasize the importance of a thorough physical examination during dermatological evaluation of a patient that can disclose any underlying systemic illness.
